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The Hemoglobin and Genome Lab – Hemocentro Campinas classifies sequencing variants 
following the guidelines of the ACMG Laboratory Practice Committee Working Group (Richards 
et al., 2015. Genet Med. 2015 May;17(5):405-23). These guidelines represent a basic 
framework for interpretation of sequence variants. Each variant is individually assessed in the 
context of the variant, gene, associated disease and patient phenotype. 
Sequence variants are classified in one of five categories: pathogenic, likely pathogenic, 
benign, likely benign, and uncertain significance. 

The following applies to variants in genes associated with specific phenotypes. 

 

1- Use the following framework for the definition of criteria according to type of 

evidence: 

 

  



2- Classify sequence variants according to the rules below: 

 

 

 


